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CUHOPOM CUJIbBEPA-PACCENA

1L

B COYHETAHUWU C OETCKUM LEPEBPAJIbHbIM MNMAPAJIMYEM.

KIMHWYECKOE HABJIFOAEHUE

OnucaH cyyai codeTaHns PeAKon reHeTUYECKOI NaTonorum — cuHapomMa Cunseepa-Paccena — ¢ LETCKUM LiepebpasibHbIM napaniyom
y pebeHka Tpex neT. MpUYMHON Pa3BUTMS OaHHOMO CUHAPOMA CIYXXKWUT NoTeps METUAMPOBaHMA Xxpomocombl 11p15 (11p15LOM),
MaTepVHCKas OQHOPOAUTENbCKAs AMCOMUS CeAbMO XPOMOCOMbI, MO0 HaNMYME MOHOMEHHbIX MaTOreHHbIX BAPMAHTOB B MMMPUHTA-
poBaHHbIX (CDKN1C 1 IGF2) 1 HeumMnpuHTMpoBaHHbiX (PLAGT n HMGAZ2) reHax. CBA3b C pa3inyHbIMU XPOMOCOMHbBIMMU, reHeTmqe-
CKMMW MyTaLMSIMU 1 BIIUSIHUEM Pa3HbIX SMUreHeTUYeCcknx hakTopoB 00yCnaBnmMBaeT NOIMMOPMHOCT KIMHUYECKMUX NOSBIEHMIA CUH-
LpOMa, KOTOpble, Hapsdy C KapfMKOBOCTbIO, BKITIOYAIOT MHOXKECTBEHHbIE CTUIMbI AM33MOpL1OreHe3a, aHOManMn pasBUTUS CKeneTa u
naToflIorMio BHYTPEHHMX opraHoB. [MpeAcTaBneHa AnMHaMmnKa GU3NHeCKOro 1 HEBPOMOTMYECKOro CTaTyca, pe3ynsraTbl KIMHNYECKOro 1
nabopaTopHO-NHCTPYMeHTanbHOro 00cnenoBaHms pebenka ¢ LM, cnHapomom CunbBepa-Paccena ot poxaeHns fo 3 feT.
KniouyeBble cnoBa: cvHapom Cunbeepa-Paccena; AeTckmi LepebpanbHbIi napany; pebeHoK; CTUrMbl AM33MOpUOreHesa; reHeTuYeckas
natofnoruns
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SILVER-RUSSELL SYNDROME IN COMBINATION WITH INFANTILE CEREBRAL PALSY: CLINICAL OBSERVATION

A case of combination a rare genetic pathology — Silver-Russell syndrome — with cerebral palsy in three-year-old child is described.
The cause of this syndrome is loss of chromosome’s 11p15 (11p15LOM) methylation, maternal uni-parental disomy of chromosome
7, or the presence of monogenic pathogenic variants in imprinted (CDKN1C and IGF2) and non-imprinted (PLAG1 and HMGAZ2)
genes. Clinical manifestations of this syndrome includes dwarfism, multiple stigmas of dysmorphogenesis, skeletal developmental
abnormalities, and visceral pathology. Polymorphism of clinical manifestations is due to its connection with various chromosomal,
genetic mutations and the influence of various epigenetic factors. The dynamics of the physical and neurological status, the results of
clinical and laboratory-instrumental examination of the child with cerebral palsy, Silver-Russell syndrome from birth to 3 years is pre-

sented.
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CO‘-IETaHI/Ie HacJIeICTBEHHON 1 TPHOOPETEHHON opra-
HUYECKOH MaTOJOTUN IEHTPaIbHOI HEPBHON cuCTe-
Mbt (ITHC) — BaskHas u aAucKyTabembHass mpobaeMa co-
BpPeMeHHON MeAuIHbI. /[ 1mocTpoeHns TaKTHKH Jie-
YEeHWs, ONpeieJIeHNsT TPOTHO3a BaKHO 3HATDH, B KaKOM
Mepe HEeBPOJIOTHYECKWiT JeUINUT SBISIETCS TIPOSIBIIE-
HUEM TEHETHYECKOrO 3a00JIeBaHUs, a B KaKOil mMeer
IpyTyio atnosoruio [1].

Jlerckmii 1iepeGpaabHBI Mapaand — caMas JacTast
MPUYNHA WHBATMIHOCTH JIETCKOTO BO3PACTa, BKJIOYAIO-
masg reTeporeHHyI0 TPYHIIY HOPaKeHUH IeHTPaJIbHON
HEPBHOI CHCTEMBI, BOBHUKAIOMNX Ha CTAJUN PA3BUTUSI
IJI0/1a, B TIPOIECCE POJIOB UM B PAaHHEM MTOCJIEPOI0BOM
nepuojie. JTo 3a60JeBaHNE BCTPEYAETCS C YaCTOTOMH 2-3
na 1000 sxuBoposkIeHHBIX MaaseHteB [2]. [enetmueckn
JIETEPMUHUPOBAHHbBIE HAPYIIEHHsT MeTaboIn3Ma BCTpe-

YAIOTCS PEsKe, U TAKIKE 4aCTO UMEIOT HEBPOJIOrHYECKHe
[POSIBJICHUS.

Cunapom Cuspsepa-Paccera (CCP) — peakoe Ha-
caescTBenHoe 3a6osieBanue. dacToTa ero Bapbupyer ot
1 ma 30000 mo 1 ma 100000 moBOpOXKIEHHBIX [3].
CHHIPOM HAYUHACT HPOSBJIATHCS 3a/CPIKKON Pa3BUTUS
Ha craguu wioga. [IpuuuHaMu pa3BUTHs JAHHOIO CUH-
JPOMa BBICTYIAIOT Yallle TOTePs METUIMPOBAHUS XPO-
Mocombl 11p15 (11p15LOM) unu MaTepuHCKast OJHO-
POUTENbCKAST AUCOMUS CEBMON XPOMOCOMbI; PeKe —
MOHOTEHHBIE TTaTOTEHHBIE BAPUAHTHI B IMIPUHTHPOBAH-
wpix (CDKN1C u IGF2) u HeMMIpUHTUPOBAHHBIX
(PLAG1 n HMGAZ2) renax. CHUHAPOM XapaKTepH3yerT-
€A MaJbIM POCTOM U MHOYKECTBEHHBIMU CTUIMaMU
Au3sMOpuoreHe3a. Pas/iMuHble T€HETUYECKUE aHOMA-
JIUK, JIeKAIUe B OCHOBE PA3BUTHs CUH/POMA, OIpe/e-
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JISTIOT T€TEPOTEHHOCTD MPOSIBJIEHUN M TSIXKECTH MaTOJIO-
run [4].

B GoutbiiincTBe 1TyGIMKAINIT ONIMCAHBI JIBE KJIMHM-
yeckne Qopmpr CCP: «Tsaxemag» u  «MATKAg>.
[Tocrennsis acconnupoBana ¢ edeKToM ce[bMOil Xpo-
MocoMbl. [y Hee XapaKTepHbl MeHee BbIPASKEHHBIN jie-
(punuT coMaTOTPOIHOrO TOPMOHA, MeHee IpyOble aHO-
MaJNN Pa3BUTHS BHYTPEHHUX OPTaHOB [S].

[Mopsiaka 30% mrazgentes ¢ CCP poskaiorcst Hemo-
HOIIEHHBIMH. AHTPOIIOMETPUYECKIE TTOKA3aTeH, He3a-
BHCHMO OT CPOKa TEeCTallni, HIKE COOTBETCTBYIONIIX
KOHIIENTYaJIbHOMY BO3pacty. Macca JJOHOUIEHHbIX MJIa-
nenreB He gocturaetr 2500 T, poct — 45 cM, 4acTo
BCTpPEYAeTCss aCHMMETPUYHOE TeJOCJOKEHNEe 10 TUILY
reMUrniomiasnu. /lersiM mpucyIm HOHUKEHHbII arre-
THT, OTCTaBaHue OT BO3PACTHBIX HOPM B pocTe U HAOO-
pe Macchl Tea.

XapakTepHble CTUIMBI JAU39MOPHUOTeHe3a: MaKpolle-
(anust ¢ BpicTynaomuMn JOOGHBIME Oyrpamu, Tpey-
roJIbHOE JIMIO, OTTONBIPEHHbIE YIITH, BBICOKOE HEGO, Ma-
JIEHBKHUI POT C OIYIIEHHBIMU YTOJIKAMI U TOHKUMU Ty-
6aMi, HeJIOPA3BUTAST HUMKHSIST YETIOCTb, MUKPOJEHTHS.
PasButne ckesera oTJMYaeT 103/iHee 3apacTaHiie Poji-
HUYKOB, OTCTABaHUE KOCTHOTO BO3PACTA OT TACIIOPTHO-
ro, OCTEONOPO3, JMCIIA3Ms IJIEYEBbIX U Ta300e/pPeH-
HBIX CYCTaBOB, JA0GABOYHBIE IISCTHBIE KOCTH, CHH/AK-
tunust 2-3 nanbieB cromn. 1o Mepe pocra peGeHka cra-
HOBUTCSI 3aMeTHBIM YKOPOUeHUe [JIMHHBIX TPYOUYaThiX
kocreii. [TaTonormueckue GopMbI IPy/IHON KJIETKU, Ha-
PYIIEHNEe OCAHKH C TTOSICHUYHBIM THUIIEPJIOPA030M, IO~
CKOCTOTINE BCTPEYAIOTCsI dalle, 4eM B OOIIeil MOIyJis-
1un. V3 1maTosornu BHYTPEHHUX OPTaHOB OTMETHM Ha-
pyuieHuss B paboTe KelyJ0YHO-KHUIIEYHOTO TPAaKTa,
MIPOBOJIATIEl cuCTeMbI cep/iia  HedpomnaTtuio [6].

3aJiepyKKy M aCUMMETPHIO MOTOPHOTO Pa3BUTHUS Y
TaKUX JieTeill CBSI3bIBAIOT C BBIPAYKEHHON MbIIIEYHON TH-
HOTOHMEH N acUMMETPHell CTPOoeHus: Teja. 3aJeprKKa
peveBoro pasBuTusi 6oJsiee BbIpaXkeHa y MaIHeHTOB C Jie-
extoM 7-1f XPOMOCOMBI. Y GONBIINHCTBA JeTell HHTe -
JIEKT OJIM30K K HOPMe, Peke BCTPEYAIOTCS 3a/leprKKa
HCUXITYECKOTO PA3BUTH, HAPYIIEHHUS TTOBEEHHSI.

B ropmonampaoM npoduie nammueHToB ¢ CCP nme-
eT MecTo JePUIUT COMATOTPOITHOTO TOPMOHA, HHCYJIU-
HOMO00HOTO (hakTopa pocra 1, runepHpoJaKTHHEMUS
U CKJIOHHOCTD K PA3BUTHIO HOUHBIX AIN30/[0B THIIOTJIN-
kemun [7].

[TomMopdHOCTD KIMHIYECKUX TTOSIBIEHUI TAHHOTO
CHHJ/IPOMA, €T0 CBSI3b C PA3JMYHBIMI XPOMOCOMHBIMU U
reHeTHYeCKIMHI MYTAI[MsIMU, BJIMSIHUEM OIHUTeHeTnYe-
cKkuX (HaKTOpOB 3ATPYIHSIIOT [UATHOCTUKY. B HacTos-
Iee BpeMsi TOUHYIO TPUYMHY CHHPOMA Y/IAETCS BbIs-
BUTh ¥ 50% GOMBHBIX, B OCTATBHBIX CIydYasiX THATHO3
CTaBUTCS HA OCHOBAHUU KJIMHWYECKUX MPU3HAKOB [6].

Ommcanne coueranust CCP ¢ [IIII B smrepatype
HaM He BCTPETHJIOCH, XOTSI TAKOe COYETAHHe MPeCTaB-
JISIET MHTEPeC [IJIsl Te/inaTpa.

Ilens manHoOii paGoThl — onucanue COGCTBEHHOTO
nabmoenns peberka ¢ couetanueM /(1111 n cungpoma
CunbBepa-Paccerna.

PeGenox C., poskjieH ¢ KJIMHUYECKMMU IIPU3HAKA-
MU 33/IEPIKKH BHYTPUYTPOOHOTO paszsutus. Macca npu
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poxaennn 1860 r, ammHa 41 cM, OKPY’KHOCTD TOJIOBBI
29 cM, OKPY’KHOCTD TPyau 27 cM.

Mawme 29 jnet, KuUTeTbHWUIIA TOPOIA, [TOMOXO3SHKA.
Hacrosmas 6epeMeHHOCTD sKeJTaHHast, TPETbs, MpeIbl-
JIyTIHe 3aBEPIININCH CAMOITPON3BOJIBHBIM BBIKHU/IBITIIEM
Ha cpoke 6 mHemeab B 2016 r. M CPOYHBIMU POJAMU B
2018 r. (neBoura 3500 r). Ha yuere B >KEHCKOIT KOH-
CyJbTAIlUN COCTOSIIA ¢ 7 Heesdb, HaOMOgaTach pery-
JisipHO. B mepBoii mosioBuHe 6epeMEHHOCTH OTMEYATIOChH
npejiiekanne XOpUona, Hu3Kas miaarentaius, B 19 me-
JleJTh JKEeHIMHA TepeHeca THONHYIO aHTHHY, JEUNIach
caMoCTodTebHO. Bo BTOPOIT MoJI0BIHE GEpPEMEHHOCTH
XpoHUYecKas (peTolallenTapHas HeJ0CTaTOUHOCTD,
XpOHMUYECKas THIOKCHUS IT0/1a, MagoBoane. Ha orcra-
BaHMe pocTa Tofa obpartuian BHUManuwe Ha Y3U B
cpoke 29 Hemeb, TPU ITOM TIOAOBBII KPOBOTOK He
crpasa. Popl BTopble, TPOU3OILIN B CPOKe 37 HeleThb
recraruu. [locse TpexaeBpeMEHHOTO Pa3pbiBa TLIOJ-
HBIX 000JIOUEK, YUYUTHIBAS OTPUIIATETHHYIO PEAKITUIO
MJI0Jla HAa He3HAYNTeJbHble MATOYHbIE COKpPAIEHUsT,
TIPOBE/IEHO HKCTPEHHOE KECapeBO CeUeHIIe.

MaspbunKa M3BJEKJN B TOJOBHOM TPEJIEKAHUT C
OTIeHKOI 1o TKase Amrap 6-8 6ammoB. Ha atame po-
JIUTBHOTO 3aJla MPOBOAMINCH PeaHNMAINOHHBIE MEPO-
TIPUATHS: CAaHAIMS BEPXHUX [IBIXATENbHBIX MyTeH, Tak-
TUJIbHASI CTUMYJISITIHSI, BOCTIOJIHEHNE 0ObeMa IUPKYJIU-
pyioteil KpoBU, MCKYCCTBEHHAS BEHTUJISINS JIETKUX
(IBJI) B Teuenwe ABYX MMHYT MacKOH ¢ JambHeimmm
MepeBOIOM Ha CaMOCTOATeIbHOe abixanme. Cpasy mo-
cje poskjenusi Obl1 onucan Auspaduyeckuii craryc:
ACHMMeTPUsI JINIA, BHICOKUN JI06, MaJeHbKIiT M0 160p0-
JIOK, TIATOJIOTHYECKAsI YCTAaHOBKA KICTElH, KOCOJAMOCTD
crpaBa U BaJbrycHas AedOopMariis JeBOi CTOIDI.

B pannem mepuoze ajantaiuu, yepe3 JABa JTHS TO-
cjae POXACHUS, COCTOSHHE TWAaIfleHTa YXY/IINIOCE.
PerucrpupoBanuch croiikue amm30/bl aliHO3 C T1aJIeHH-
eM carypanun 10 73%, TpyOblil CHCTOJMYECKUIT TIyM,
CHIKEHUE TOJEPAHTHOCTH K IHTEPATBHOMY MUTAHUIO,
B CBSA3W C YeM MJIQJICHIIA TIepeBeJN B OT/eJeHHE pea-
HUMAaIIMN HOBOPOXK/JEHHBIX ¢ nojkmaouenneM k VIBJI B
pexnme AC ¢ FiOy 40%. JlpIxaTeJbHyI0 HEI0CTaTOq-
HOCTb PACIeHWJIN KaK MPOSIBJIeHNEe BTOPIMYHOTO PECIIN-
PaTOPHOTO JUCTpecc-CHHApoMa Ha ¢oHe TeKymlei
MUKCT-WH(DEKINHN, TaK KaK UMEeTNCh TPOMOOITUTOTIEHUS
noTpebJieHUsT W aHeMus, MOTPeOOBaBIIAs KOPPEKITNN
IPUTPOIUTAPHON MACCON, YMEPEHHBIH JIEHKOIUTO3 6e3
TOBBITIEHNS O0CTPO(a3HBIX MapKepoB Bocmasenns. [Ipn
IXO-KT BbIsABIEH TeMOAMHAMUYECKN 3HAUUMBIH OT-
KpBITbI aprepuasibublii nporok. ITanuenty, momumo
CTapTOBO#l AHTHOAKTEPUAIBHONU TepAli U BBEIEHUS
BBICOKO/IO3HOTO HMMMYHOTJIOOYJINHA, TMPOBETH KypC
ITerea ¢ KAapAMOTOHIMYECKOH TOAACPKKOH, KOPPEKIINIO
AJIEKTPOJIUTHBIX HAPYTIEHWH.

ITo meiipoconorpadun: HE3peNTOCTh TOJOBHOTO MO3-
ra ¢ TpHU3HAKAMU TMepeHeceHHOl BHYTPUYTPOOHOI WH-
(exruu. Y 3V opraHoB GPIOIIHON TTOJOCTH: AHTHOTIATHS
cocynoB movek. Ilpm mpoBemenmn mMMyHOMDIIIOOpPEC-
neatnoro anasuza Ha TORCH-cungpoM o6HapysKuIm
BBICOKOABUIHBIE AHTUTETA K ITUTOMETATOBUPYCHON WH-
exmmu. Ha anmmaparnroit IBJI narmenT Haxoauscs aBe
Heziesn, mpeObiBaHne Ha 6a3e OTAETeHUs peaHmMaIlnn
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TIPOJUTIJIOCH /IO MeCSTa ¢ JATbHEeHIINM epeBoIOM B OT-
JleJIeHrie  TTaTOJIOTHH HOBOPOXK/ICHHBIX, T/le B TedeHHe
JIBYX HeJIeTb MAJbUNKY TPOBOJANIN PEaOUINTAIOHHbBIE
MepONpUATHS U JiedeHHe TPAH3UTOPHOTO THIIOTHPEO3a.

K Bospacry 2,5 Mecsitia peGeHOK mpuGaBuI B Bece
880 T, BBIpOC Ha 12 ¢M, OCTaBasiCh MPU ATOM Ha HIXK-
Hell TpanuIe 3-TO IEHTHI 0 POCTOBOMY MTOKA3aTeio,
He JocTuras 3-To MEHTHWIA MO Macce Telda. B cBa3m ¢
HAJIMYIeM CTUTM ICOMOpHOTeHe3a, MAJb4YNK HaIlpaB-
JIeH Ha KOHCYJDbTHPOBAaHWE K TEHETHKY. B ycioBmsax
HWWN meanuunckoil reneruku B ToMmMcke mpoBesan Mo-
JeKyasspHo-TeHeTnmdeckmii anamm3 mo CCP. Hapymiennsa
craryca Metmimposannsg 11p15 He BbIABJIEHO.

BoicraBmen duaznoz: Cunapom CunbBepa-Paccena,
KiauHudeckn (CUHAPOM BPOXKICHHBIX AHOMAJIUIL, IPO-
SIBJISIIOIIMXCS TIPEUMYIIECTBEHHO KaPJIUKOBOCTBIO).

K 6 MecamaM oTMedanmach OTIETINBAS 3a/I€PiKKa (DH-
3MYECKOTO M MOTOPHOTO Pa3BUTHA: PEGEHOK OCBOMIT
TOJIBKO KOHTPOJIb TIOJIO’KEHNS TOJIOBBI, He CUes, He TIe-
peBopaunBajicss Ha 60K. MBIIEUHBIN TOHYC OBLI TTOBbBI-
IIEH TI0 MHPAMUTHOMY THITY, pedJIeKChI *KIBBIE, CIMMe-
Tpu4HbIe. Pe6eHoK BbIpakas dMOINH B BH/IE KOMILIEK-
ca OXKMBJICHUS: YABIOAICS, CIACAII Taa3aMI, Ty

Ycranosien duaznos: TlepuHatanbHOe MOpasKeHHe
IEHTPAJBbHON HEPBHOH CHCTEMBI, 3a/lepKKa MOTOPHOTO
pasBuTHA, An3padUIecKuil cTaTyc.

K 9 Mecanam pe6eHOK Pe3KO OTCTaBaT OT BO3PACT-
HOW HOPMBI — HIDKEe 3-TO IEHTHJS TO POCTY U BeCy
(65 e, 5400 r). OxpysKHOCTb T0JI0BbI — 40 €M, Ipy-
m — 39 cM. Masbumk He IPHOGPeT JABUTATEbHbBIX Ha-
BBIKOB, TIOCJIE€ TEPEHECEHHOH KUIIEeYHOH WH(EKINN
yTpaTus ryJenue. MbledHblii TOHYC ObL1 yMEPEHHO
TIOBBINIEH TT0 MHPAMUIHOMY THILY, CYXOKHJIbHBIE ped-
JIEKCBI BBICOKME, cnMMeTprdHble. COXpaHAIOCh OTCTa-
BaHIe aHTPOIIOMETPHUECKUX TToKazaTeseii. /o rosa ma-
IIHEHT TTOJTydas JedeHne Mo TPAH3UTOPHOMY THHOTHpe-
03y, THJIOPOCTa3My, UMeJT HeHpOCEeHCOPHYIO TYyTOY-
XOCTb, M3MEHEHUS TOUYEK, TEUEHH, JKeJIHOTO Iy3BIPS
(0 Y3U — anruonatus coCcy/ioB MOYEK, OYaroBble U3-
MeHeHUs IIpaBoil goJu nedeHu, 1o ganubiM MPT ro-
JIOBHOTO MO3Ta — TIPH3HAKHN BBIPAKEHHON 3a7epKKH
MUEeJTNHU3AINN,/ THITOMUETMHU3AIIN MO3TOBOTO Bellle-
CTBA, YMEPEHHOIl JAUCTUHE3UU MO30JIUCTOrO TeJa).

B Bospacre 1 roma orcraBanue 10 aHTPOLOMETPU-
4ecKUM TapamerpaM coxpassioch (poct — 70 ¢,
Bec — 6200 1, OKPYKHOCTb TPY/IU 1 FOJM0BbI 110 40 cM).
Pe6enox ocBom cujienne 6e3 OMOPHI U CTOSHUE Y OTI0-
PBI, COXPAHSJICSA BBICOKHI MBIMICUYHBIH TOHYC, MOSIBU-
JINCH TTATOJIOTHYECKNE CTOMHBIE pedrekcel. OTMedasach
3a/IepyKKa TICHXWYECKOTO T PEYeBOTO PA3BUTHS: PEUb
Ipe/ICTaBIeHa OT/JCJbHBIMI 3BYKAMI.

BeicraBien duaznos: Jlerckuii nepeGpanbHbIi Ta-
panmny aToHMYecKH-acTaTmieckas ¢dopma Ha QoHe Te-
PUHATAIBHOTO TOPAKEHUS IEHTPATbHON HEpBHOH CH-
CTeMBI B (hOpMe CITACTHYECKOTO TeTpanapesa u 3ajepK-
Ku pedeBoro passutusi. Conymemeyrowull OudazHo3:
Cunzpom CumbBepa-Paccena, kiaunudecku (CHHAPOM
BPOJK/JICHHBIX AHOMAJINH, TMPOSBJAIOMNXCS MPENMyIIe-
CTBEHHO KapJIUKOBOCTBIO).

C Bospacta 1 rojga peGeHOK NPOXO/NT JedeHe B
[lenTpe peaGuiuTaiu AeTeil U MOJPOCTKOB C OrPaHMU-

YyeHHbIMH Bo3MoxkHocTaMu uMm. JI.B. DBopsak B
r. Hosokysueike kpartHoctbio 3 pasa B roa (1 pas B
4 Mecsia), BKIIOYAIONIEE MEIUKAMEHTO3HYIO HOOTPOII-
HYIO TEpaNuio W BUTAMIHBI TPYNIbI B; Maccax m 3amHs-
THS ¢ HHCTPYKTOPOM JieueGHol puskyabTypsl (JIOK),
HampaBjieHHble Ha (POPMUPOBaHWE ABUTATETbHBIX Ha-
BBIKOB B OHTOTEHETHYECKOH IOCIeJ0BATEIHHOCTH.
ITponomxurensuocts 3anarnit JIOK cocraBmsma ot
5 o 10 MunyT, mocJe 4ero TMaIMeHTy Tpe6oBajCsS OT-
JIBIX.

Meskay KypcaMu JiedeHHS goMa peGeHKY co3/aBa-
JI aGUJTUTAIIMOHHYIO CPe/ly, HAIIPAaBJIEHHYIO Ha 3aKpe-
TIJIEHe OCBOEHHBIX CTATOIMHAMIYECKUX W MAaHyaJThHBIX
HaBBIKOB, TPEHMPOBKY HMIpeccuBHOH peun. Ceccun
Kopode, HO dYare, YeM PeKOMEHJ0BAHBI [T 3/J0POBBIX
JleTeli: MPOOKITENbHOCTRIO OT S /10 15 MUHYT, B 3a-
BICHUMOCTH OT COCTOSIHHS pe6GeHKa, MOBTOPSINCDH
3-4 pasa B Teuenne JHs, ObLIM HPUYPOUYEHDBI K PEKUM-
HDBIM MOMEHTaM.

B Bo3spacte ABYX JIeT POCT U BeC peOeHKa He J0CTH-
raau rpanul tperbero nenrmias (79 cm, 8000 r).
Manpunk cupen W CTossl 6e3 OHOpBI, MOT MPOHTH
2-3 mara ¢ mmpoKoil 6a3oii, HeyBepeHHO; 1anee — 3a-
TMUHAJICS W Taaa. MBIIeTHbIN TOHYC MOBBITIEH MO TIH-
paMUIHOMY THIIY, CYXOXXHIJIbHBIE pedIeKChI JKUBBIE,
paBHble. COXpPaHANNCH MATOJIOTHIECKUE PedIeKCHI CO
crorn. O6paiieHHy0 peyb He MOHUMAJ, U3/1aBAJ OT-
JleJibHble 3ByKU. 3axjiouenue Joromnesna: OOiee Hapy-
nrerre peun 1 ypoBHsi, nceBaoOGyabGapHast n3apTpHsi.

Ha pmanmpni MoMeHT pe6eHKy Tpu roga. OH nMeer
ACTEHMYECKUI THII TEJOCJOXKEHNS, AUHAMHUKY TIO BECy
¥ POCTY MBI OTPA3UIN HA OGMIETTPUHATHIX JUarpaMMax
BO3. Poct Manmpunka JOCTUT TPAHUIIBI JIECSATOTO TIE€H-
st u coctasaster 90 cm (puc. 1), Bec 9500 r, HO ocTa-
eTcs CyUIeCTBEHHO HIDKE HOPMATHBHBIX ITOKasaTesei
(puc. 2). Cua MbliIl BepXHUX KOHeuHOCTel — 3 Gas-
JIa TUCTATbHO U MTPOKCUMATBHO, HIKHIAX — JHICTATbHO
U TPOKCUMANBHO CHIDKeHa [0 3,5 6amioB. Tomyc
MBI BEPXHUX M HIDKHUX KOHEYHOCTEH TOBBINIEH 110
mupaMuaHoMy ThIy. CyXOKHJIbHBIE PeIeKchl BBICO-
K1e co Bcex 30H. [Tatomormuecknit pediexc babumrckoro
TIOJIOXKUTEIBHBIH ¢ ABYX cTopoH. Iloxoaka — HeyBepeH-
Hag, MapamapeTHyecKas: Ha MPSMBIX HOTaX, C IMINPO-
Koii 6a30ii, BBIPAKEHHBIM HAKJIOHOM TYJOBUINA BIEPE]T
(1o THmy ocraHOBJIEHHOrO najenus). Bes mopuaepKKu
MOJKeT TpOHTH He OoJiee 5 METpPOB, 3aTeM MaJaerT.
KoopanunpoBaHHbIe IBIKEHNS PYK IPH XOAb6E OTCYT-
cTByIOT. Hapymrenns MesKoil MOTOPHKHN: KOOPAIMHATOP-
Hasl HEJIOBKOCTb U OTCYTCTBUE HIUIKOBOIO 3axBaTa (3a-
XBAaT TOJIBKO IUIMHAPUYECKIN) 3aTPY JHSIOT 110JIb30Ba-
HIEe CTOJIOBBIMH Tpu6opaMn. Pe6eHKy CJI0XHO B3ATH
MeJIKHe TIPEJIMETDI, COBEPIIATh TOYHBIE I[e/IeHaTIPaBICH-
upie jeiictBusi. Ilpn c6ope copTepoB U KPYIHBIX 11a3-
JIOB — rpy0ble, HEJOBKIE [ABMKEHUST; MUMOIIONAaHue
npu c6ope MUPAMUIKN WM BKJAIBIBAHUT TIPEIMETOB
pasHoro pasMepa JIpyT B Jpyra.

PeGenok caMocCTosITEJIbHO He eCT, MPH TIOTbITKE I10-
UTDb U3 KPYKKHU MONEPXUBAETCS, Ha TOPIIOK HE XOJMNT.
[To3naBaTesibHBII MHTEPEC CHUXKEH, MaJIO MHTEpecyeT-
csl Urpymikamu, kugaer nx. Ilonnmanne oOpalieHHON
peun CHIDKEHO, Ha YPOBHE MPOCTBIX MHCTPYKIHiL. Tem

| |
Medicine
104 T.24 Ne 32025 C_\/(/fﬁgwﬂlh’d in Kuzbass

B Ky3bacce



CIYYAW 13 MPAKTVIKIN

PucyHok 1
IOvHamuka pocta pebeHka C.
Figure 1
Growth dynamics of a child C.
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PucyHok 2
JAvHamMmuka maccbl Tena pebeHka C.
Figure 2

Growth dynamics of a child C.

He MeHee, JIOTOIe/] OTMEYaeT, YTO MOHNMaHie o6palieH-  CTBYeT. JKCIPECCUBHAS PeYb MPECTABJIEHA OT/IEIbHbI-
HOW pevn yJIyulIimiIoch, 3aMedeH TTO3HABATEIbHBIN WH- MU BOKAJIU3AMMAMEI, PeOEHOK TTPOU3HOCUT B OCHOBHOM

Tepec. 3akJIOYeHne JIOTOTe/la IPU HOCTYIIEHHH B OT-  TOJIBKO TJIACHBIE 3BYKH.
nenenne peabuintarnuu: OOiee HapylleHHe pedn Juaeno3: [lerckuii mepeGpabHbIN Tapagnd, aTOHU-
1 yposusi, niceBgoGyabbaprast ain3aprpusi. Peub orcyt-  yecku-actarudeckasi (opma Ha ¢oHe MepHHATAIBHOTO
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MOpakeHNs IEeHTPATbHON HEepBHOW CHCTeMBI B ¢opMe
CITAaCTHYECKOTO TeTpamape3a 3 cT. PaccrpoiictBa aKC-
npeccuBHOl 1 perienrtuBHOI peun. GMFCS I1. Conym-
cmeyrouwul duaznoz: Cungpom CuibBepa-Pacceia,
KiuHnYecKd (CHHAPOM BPOXKIECHHBIX AHOMAJIUI, TPOSB-
JSAIONMXCSA  NPEUMYLIECTBEHHO — KapJIUKOBOCTDIO).
Hefipocencopnas IByCTOPOHHSS TYTOYXOCTD 2 CTETEHH.

3AKJIIOYEHUE

[IpeacraBientoe KIMHIMYECKOe HAOMIOEHIE peGeH-
ka ¢ couetanmeM CCP u /IIIII mpeacTaBsieT CAOKHBIIT
cylydail IMarHoCTuKN. 3a/epsKKa BHYTPUYTPOGHOTO pas-
BUTHS, Me//IeHHas Tpn6aBKa MacChl TeJla, 3aJepiKKa po-
cTa MOrJIH ObITb CJIE/ICTBHEM BHYTPHYTPOOHOI MH(]EK-
M, KOTOPYIO MOKHO pacCMaTpUBAaTh W MPUYNHOIN pas-
sutust J{1I1. BuyrpuyrpoGuas undekius crocoGHa mo-
BJIATDH Ha (DOPMUPOBAHIE TOJOBHOTO MO3Ta, TIPHBECTH
K 3aJiepXKKe BHYTPIYTPOOHOTO Pa3BUTHSA IO/, a B TO-
CTEAYIONIEM K 3a/IepsKKe (PU3NIECKOTO U TICHXOMOTOP-
HOTO pas3BuTusi pebeHKa U siBUTbCsT mpuunHoint JIIIIT.
MHo:KecTBeHHBIE CTUTMBI I339MOPHOTreHe3a TO3BOJIIIIN
npeanonoxuTh Hammane CCP n HampaBuTh pe6eHKa Ha
TeHeTHYECKYI0 KOHCYJIBTAINIO. [ eHeTHKOM MOCTaBJIeH
pebenky anarno3: CCP ma ocHoBaHmM (heHOTUMTIIECKUX
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